Translocation mosaicism is an extremely rare occurrence. We have briefly reported the finding in different families of 2 patients with translocation mosaicism (Magenis et al, 1970) . One patient is reported here.
trimester spontaneous abortions. The amniotic fluid and the baby were both meconium stained. The umbilical cord was tightly coiled around his neck, and he required vigorous resuscitation. The Apgar score was 4 at 1 minute. At birth his weight was 2A4 kg, length 46 cm, head circumference 33 cm, chest circumference 33-5 cm. Dolichocephalic head, small palpebral fissures, right exotropia, retrocessed ears, increased nasolabial distance, upturned nares, cleft soft palate, large mouth, and micrognathia were noted (Fig. 1) . Redundant skin was present over the lateral and posterior aspect of the neck. Flexion contractures of the proximal interphalangeal joints of the 3rd and 4th fingers were present bilaterally. The dermal ridges were hypoplastic. The dermatoglyphic patterns differed from his parents. He had 6 arches while his mother had one tented arch and his father had no arches. The fingernails were small. The pelvis was small and the hips were tight to abduction. No testis was palpable on the left and on the right it was felt in the inguinal canal. A left inguinal hernia was present. The infant had a weak, hoarse cry and had generalized hypertonia and hyperreflexia.
During the first month of life intermittent episodes of tachypnoea, tachycardia, and cyanosis occurred. A grade III/VI harsh pansystolic murmur was heard. Heart failure was present and digitalis was administered until he was 4 months. At that time an electrocardiogram Received 27 October 1971. showed right ventricular hypertrophy and radiology showed a small heart. Tetralogy of Fallot was diagnosed. Early in the neonatal period there was also intermittent distention of the abdomen due to rectal stenosis. This was successfully treated by rectal dilatation.
Growth and development have been consistently retarded. At age 10 months his weight was 3-8 kg, length 56-5 cm, head circumference 40 3 cm; all these values are below the 3rd centile. He could not sit without support. There was head lag when he was pulled to a sitting position. Only occasionally would he bear weight on his legs. He had no verbalization, failed to reach for objects, followed sporadically with his eyes, and smiled rarely. His estimated development age was 2 months.
Chest radiographs revealed hypoplastic 12th ribs. Nuclear projections were demonstrated in increased numbers in his neutrophils. Starch gel haemoglobin electrophoresis was normal with 0-8% fetal haemoglobin at 10 months of age.
Family Data A partial pedigree of the family is shown in Fig. 2 . The father of the propositus had 3 normal sisters, one of whom had a son (IV.8) with Hirschsprung's disease (congenital aganglionic megacolon). The child developed normally and had no other congenital abnormalities, but died at 9 months from bronchopneumonia and toxic enterocolitis. A deceased paternal great uncle (II.2) had been mentally retarded, but reportedly had no malformations. Both of the paternal grandparents were Portuguese; the paternal great grandparents (I.1 and I.2) were born in the Azores. Consanguinity between the parents was denied. (Fig. 3b) . Skin fibroblast cultures harvested after 44 days in culture also contained both cell lines. Equal numbers of the 2 cell types were observed in the lymphocyte cultures, while the skin fibroblast cultures showed clear predominance of the aneuploid cell line (Table I) .
Chromosome Studies of other Family Members. Chromosome analyses were performed on the other family members as indicated in the pedigree (Fig. 2) . The detailed results are shown in Table I . The translocation involving a chromosome 2 and a D chromosome was also discovered in the father (III.7) and paternal grandfather (II.3).
All other family members studied had normal karyotypes.
Autoradiography. Lymphocytes and fibroblasts cultured from the propositus were studied by autoradiography after continuous late-labelling with tritiated thymidine for 6 hours before harvest, as described by Schmid (1963) . The late-labelling (Caspersson, Zech, and Johansson, 1970a) A/A 1II. A representative metaphase spread and partial karyotypes of 4 cells prepared with quinacrine mustard are shown in Fig. 5 . Pairs of morphologically normal chromosomes were seen with the fluorescent patterns associated with chromosomes 13 and 15 (Caspersson et al, 1970b .", "" ":'' ,:,:"",;:,: ,"': "", ...... ::"""" """'':""%",4:""","","::,:""% :,:":":, :. :.:n. congenital cataracts (Renwick and Lawler, 1963) . Kamaryt, Adamek, and Vrba (1971) 
